(1Y '
'[Q} Sgrr:qeetlcs Your Guide to Understanding
.k Genetic Conditions

] Reference

Majeed syndrome

Majeed syndrome is a rare condition characterized by recurrent episodes of fever and
inflammation in the bones and skin.

One of the major features of Majeed syndrome is an inflammatory bone condition
known as chronic recurrent multifocal osteomyelitis (CRMO). This condition causes
recurrent episodes of pain and joint swelling beginning in infancy or early childhood.
These symptoms persist into adulthood, although they may improve for short periods.
CRMO can lead to complications such as slow growth and the development of joint
deformities called contractures, which restrict the movement of certain joints.

Another feature of Majeed syndrome is a blood disorder called congenital
dyserythropoietic anemia. This disorder is one of many types of anemia, all of which
involve a shortage of red blood cells. Without enough of these cells, the blood cannot
carry an adequate supply of oxygen to the body's tissues. The resulting symptoms can
include tiredness (fatigue), weakness, pale skin, and shortness of breath. Complications
of congenital dyserythropoietic anemia can range from mild to severe.

Most people with Majeed syndrome also develop inflammatory disorders of the skin,
most often a condition known as Sweet syndrome. The symptoms of Sweet syndrome
include fever and the development of painful bumps or blisters on the face, neck, back,
and arms.

Frequency

Majeed syndrome appears to be very rare; it has been reported in three families, all
from the Middle East.

Genetic Changes

Majeed syndrome results from mutations in the LPIN2 gene. This gene provides
instructions for making a protein called lipin-2. Researchers believe that this protein
may play a role in the processing of fats (lipid metabolism). However, no lipid
abnormalities have been found with Majeed syndrome. Lipin-2 also may be involved in
controlling inflammation and in cell division.

Mutations in the LPIN2 gene alter the structure and function of lipin-2. It is unclear how
these genetic changes lead to bone disease, anemia, and inflammation of the skin in
people with Majeed syndrome.



Inheritance Pattern

This condition is inherited in an autosomal recessive pattern, which means both copies
of the gene in each cell have mutations. The parents of an individual with an autosomal
recessive condition each carry one copy of the mutated gene. Although carriers
typically do not show signs and symptoms of the condition, some parents of children
with Majeed syndrome have had an inflammatory skin disorder called psoriasis.

Other Names for This Condition
» chronic recurrent multifocal osteomyelitis, congenital dyserythropoietic anemia, and
neutrophilic dermatosis
Diagnosis & Management

Genetic Testing

*  Genetic Testing Registry: Majeed syndrome
https://www.ncbi.nlm.nih.gov/gtr/conditions/C1864997/

Other Diagnosis and Management Resources

* GeneReview: Majeed Syndrome
https://www.ncbi.nlm.nih.gov/books/NBK1974

*  MedlinePlus Encyclopedia: Osteomyelitis
https://medlineplus.gov/ency/article/000437.htm

*  MedlinePlus Encyclopedia: Psoriasis
https://medlineplus.gov/ency/article/000434.htm

General Information from MedlinePlus

» Diagnostic Tests
https://medlineplus.gov/diagnostictests.html

*  Drug Therapy
https://medlineplus.gov/drugtherapy.html

*  Genetic Counseling
https://medlineplus.gov/geneticcounseling.html

* Palliative Care
https://medlineplus.gov/palliativecare.html

*  Surgery and Rehabilitation
https://medlineplus.gov/surgeryandrehabilitation.html
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Additional Information & Resources
MedlinePlus

Encyclopedia: Osteomyelitis
https://medlineplus.gov/ency/article/000437.htm

Encyclopedia: Psoriasis
https://medlineplus.gov/ency/article/000434.htm

Health Topic: Anemia
https://medlineplus.gov/anemia.html

Health Topic: Bone Diseases
https://medlineplus.gov/bonediseases.html

Health Topic: Skin Conditions
https://medlineplus.gov/skinconditions.html

Genetic and Rare Diseases Information Center

Majeed syndrome
https://rarediseases.info.nih.gov/diseases/10088/majeed-syndrome

Additional NIH Resources

National Heart, Lung, and Blood Institute: Anemia
https://www.nhlbi.nih.gov/health/health-topics/topics/anemia/

Educational Resources

Cleveland Clinic: Anemia
http://my.clevelandclinic.org/health/articles/anemia

Disease InfoSearch: Majeed syndrome
http://www.diseaseinfosearch.org/Majeed+syndrome/4411

MalaCards: majeed syndrome
http://www.malacards.org/card/majeed_syndrome

Orphanet: Majeed syndrome
http://www.orpha.net/consor/cgi-bin/OC_Exp.php?Lng=EN&Expert=77297

Patient Support and Advocacy Resources

Autoinflammatory Alliance
http://autoinflammatory.org/

National Organization for Rare Disorders (NORD): Osteomyelitis
https://rarediseases.org/rare-diseases/osteomyelitis/

National Organization for Rare Disorders (NORD): Sweet Syndrome
https://rarediseases.org/rare-diseases/sweet-syndrome/
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GeneReviews

Majeed Syndrome
https://www.ncbi.nlm.nih.gov/books/NBK1974

Scientific Articles on PubMed

PubMed
https://www.ncbi.nlm.nih.gov/pubmed?term=%28majeed+syndrome%5BTIAB%5D
%29+AND+english%5Bla%5D+AND+human%5Bmh%5D

OMIM

MAJEED SYNDROME
http://omim.org/entry/609628
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